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Bosesup [lapko - Mapu - Tyra (IIIMT; kon MKB-10 G60.0) nimn Hacse cTBeHHAST
MoTopHO-cencopHas Hefiponatust (HMCH) — rpymma nacsiencTBeHHbIX 3a60/1€BaHMil, KOTOPbIE
COIIPOBOXKIAIOTCSI CJIaDOCTHIO, aTpodueil MBI KOHEIHOCTel, tedopMaliieii KOHeTHOCTe!H, 13-
meHenueM 1oxoku [1]. Pacupocrpanennocts IIIMT B Mupe cocrasisier B cpejiHeM 35 cirydaes
Ha 100 000 uesoBek. B P®, o pasubiM oreHkaM, 4acToTa 3ab0JI€BaHUS B PA3HBIX PEIMOHAX
Bapbupyet ot 7 jo 13,3 caydaeB Ha 100 000 nacenenusi. B niestom Ha jgomo HIMT npuxomgurcs
okoJio 80 % Bcex HacJiecTBeHHBIX HeBponaTuit B Poccnn |1, 2].

[ens uccnemoBanus - OMUCATD KJIMHUKO-TEHETUIECKYIO XapakTepucTuky oosiesnu [1lapko-Ma-
pu-Tyra 6C tuna y namuenros Pecriybiukn Caxa (AxyTust).

Marepuasbl 1 MmeToibl. Beero obceieosano 40 marueHToB u3 36 HEPOJICTBEHHBIX CeMell ¢ KJTIMHI-
YeCKUM JIMarHO30M «HACJI€/ICTBEHHAs MOTOPHO-CEHCOPHAas HelportaTusy. [1o mosioBoMmy npusna-
Ky My?KYIUH cocTaBuio - 19, xkenmun - 21. [IpoBeien monck maroreHHbix BapuanToB ¢.659G>A
B rere PDXK. Bcem manmentam ¢ 6osesupio [Hlapko-Mapu-Tyra 6C Tua mpoBejena oneHka
KJIMHIYIECKOT'O cTaTyca, y 36 MalmeHToB - aHaIu3 3JIeKTPOHEHPOMUOTpadUIeCKIX JTaHHbIX.
Pesynbrater. ¥V 35 marumentoB obHapy:keH matoreHubiit BapuanT ¢.609G>A B rene PDXK B
TOMO3HUT'OTHOM COCTOSTHHH. ¥ OCTAJbHBIX 5 UeJIOBEK - ODHApYKEeHa MyTallls B I'€TEPO3UTOT-
HOM cocTosiHnu. Bospact mebiora Oosie3nn coctaBmi B cpemrem 11,6 jer. Cpemanunii Bo3pact
HAa MOMEHT ocMoTpa - 23,6 Jier. Bee namueHTsl 1-bIM CHMIITOMOM OTMEYAJIM HAPYIIEHUE I10-
XOJIKU (YacThle CIIOKBITAHUsI, MaJeHNsl, CTennax). [Ipu HeBpOJOrnIeckoM OCMOTPE BbISIBJIEHbI
cJeIyIone KJINHUYeCKue MPU3HAKU: MUIOTPOMUS MBI U CJIaDOCTh MBIIIIL CTOI, T'OJIEHEN,
KucTeit, nedopmalisi CTOI, Yalle MO TUILY TOJIOH, CHUXKEHUE WM OTCYTCTBHUE CyXOXKUJIHHBIX
pediekcos ¢ Hor. Cybarpodust 3puTe/IbHBIX HEPBOB OOHapy:kKeHa y 27 mamueHToB. 11o maHHbIM
ek TponelipoMuorpadun B 18 cirydadax BbIBICH JeMUCTHHUIUPYIONTNNA TUII TOJIUHEHPONIATHH,
aKCOHAJIBHBIN - B 7, cMelTaHubril - B 11.

Breospl. OmymmanTebHo# 0COOEHHOCTHIO HACIEICTBEHHON MOTOPHO-CeHCOpHO#T HeltponaTuu 6C
TUIIA STBJISETCS HAJIUIUE Y OOJIBIIUHCTBA NAIMEHTOB cy0aTpodun 3pUTE/IbHLIX HEPBOB, IO3TOMY
HEOOXOIUMO ITPOBO/IUTH B TIEPBYIO OU€PeIb IOUCK JAHHOM MyTaIluu y MAIIMEHTOB ¢ cybaTpodueit
3PUTEILHBIX HEPBOB JIJId PaHHEH JIMarHOCTUKUA U CBOEBPEMEHHOT'O JICYeHUS.
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